Skippy Reference: Variants causing exon inclusion (hg18)

SNP Chr Position Gene Coding Variant Variant Reference

effect (Protein) | (DNA)

1 5 70283543 SMN1 Missense K->1 A->T (1)

2 5 70283560 SMN1 Missense H->T C->T (1)

3 5 70283570 SMN1 Missense N->T A->C (1)

4 7 116975948 | CFTR Missense F->L T->G (2)

5 7 116976075 | CFTR Missense Q->G C->G (2)

6 7 116976075 | CFTR Missense Q->L C->A (2)

7 7 116976076 | CFTR Missense Q->R A->G (2)

8 7 116976076 | CFTR Missense Q->L A->T (2)

9 7 116976076 | CFTR Missense Q->P A->C (2)

10 7 116976077 | CFTR Missense Q->H G->T (2)

11 7 116976077 | CFTR Missense Q->H G->C (2)

12 7 116976078 | CFTR Synonymous | L->L T->C (2)

13 7 116976078 | CFTR Missense L->M T->A (2)

14 7 117017676 | CFTR Synonymous | L->L A->G (3)

15 7 117017679 | CFTR Synonymous | N->N C->T (3)

16 7 117017682 | CFTR Synonymous | S->S T->G (3)

17 7 117017685 | CFTR Synonymous | P->P T->A (3)

18 17 41443542 | MAPT Synonymous | L->L T->C (4)

19 17 41443527 MAPT Missense N->K T->G (4)

20 17 41443578 | MAPT Synonymous | N->N T->C (5)
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